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TRPS1 gene
transcriptional repressor GATA binding 1

Normal Function

The TRPS1 gene provides instructions for making a protein that regulates the activity
of many other genes. This protein probably interacts with specific regions of DNA and
with other proteins to turn genes on or off. Based on this role, the TRPS1 protein is
called a transcription factor. Research suggests that the TRPS1 protein plays a role in
regulating growth of bone and cartilage, a tough but flexible tissue that makes up much
of the skeleton during early development.

Health Conditions Related to Genetic Changes

Langer-Giedion syndrome

The deletion or mutation of the TRPS1 gene and at least one other gene on
chromosome 8 causes Langer-Giedion syndrome. These mutations cause no TRPS1
protein to be made, which disrupts normal bone growth. Researchers believe that
the loss of functional TRPS1 protein contributes to short stature, cone-shaped ends
of the long bones (epiphyses), and distinctive facial features in people with Langer-
Giedion syndrome.

People with Langer-Giedion syndrome are always missing one functional copy of the
TRPS1 gene in each cell; however, other neighboring genes may also be involved.
The deletion or mutation of additional genes near the TRPS1 gene likely contributes
to the varied features of this condition.

other disorders

Mutations in the TRPS1 gene have been found to cause trichorhinophalangeal
syndrome type I and trichorhinophalangeal syndrome type III. Trichorhinophalangeal
syndrome type I is characterized by a distinctive facial appearance that includes
sparse scalp hair; a rounded nose; a long, flat area between the nose and the upper
lip (philtrum); and a thin upper lip. Individuals with this condition also have skeletal
abnormalities such as cone-shaped epiphyses in their fingers and toes and short
stature. People with trichorhinophalangeal syndrome type III have similar features as
those with type I, but they are generally shorter in stature and have very short fingers
(brachydactyly).



Chromosomal Location

Cytogenetic Location: 8q23.3, which is the long (q) arm of chromosome 8 at position
23.3

Molecular Location: base pairs 115,408,496 to 115,669,633 on chromosome 8 (Homo
sapiens Annotation Release 108, GRCh38.p7) (NCBI)

Credit: Genome Decoration Page/NCBI

Other Names for This Gene

• trichorhinophalangeal syndrome I

• TRPS1_HUMAN

• zinc finger transcription factor TRPS1

Additional Information & Resources

Scientific Articles on PubMed

• PubMed
https://www.ncbi.nlm.nih.gov/pubmed?term=%28TRPS1%5BTIAB%5D%29+OR
+%28LGCR%5BTIAB%5D%29+AND+%28%28Genes%5BMH%5D%29+OR+
%28Genetic+Phenomena%5BMH%5D%29%29+AND+english%5Bla%5D+AND
+human%5Bmh%5D+AND+%22last+2520+days%22%5Bdp%5D

OMIM

• TRICHORHINOPHALANGEAL SYNDROME, TYPE I
http://omim.org/entry/190350

• TRICHORHINOPHALANGEAL SYNDROME, TYPE III
http://omim.org/entry/190351

• ZINC FINGER TRANSCRIPTION FACTOR TRPS1
http://omim.org/entry/604386
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Research Resources

• Atlas of Genetics and Cytogenetics in Oncology and Haematology
http://atlasgeneticsoncology.org/Genes/GC_TRPS1.html

• ClinVar
https://www.ncbi.nlm.nih.gov/clinvar?term=TRPS1%5Bgene%5D

• HGNC Gene Family: GATA zinc finger domain containing
http://www.genenames.org/cgi-bin/genefamilies/set/82

• HGNC Gene Family: Zinc fingers C2H2-type
http://www.genenames.org/cgi-bin/genefamilies/set/28

• HGNC Gene Symbol Report
http://www.genenames.org/cgi-bin/gene_symbol_report?q=data/
hgnc_data.php&hgnc_id=12340

• NCBI Gene
https://www.ncbi.nlm.nih.gov/gene/7227

• UniProt
http://www.uniprot.org/uniprot/Q9UHF7
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